Figure 2: Karyotyping -48 XXY+18
and it is difficult to diagnose Klinefelter syndrome clinically without karyotyping. In our case all features including dysmorphism, cardiovascular, neurological and musculoskeletal are compatible with Edward syndrome while cryptorchidism and clinodactyly are common to both conditions. Only clinical features favouring Klinefelter syndrome were normal stature at birth, long limbs and normal penile length.
Extra chromosomes in aneuploidies are mostly maternal in origin and usually associated with advanced maternal age 2 . Furthermore, in double aneuploidies non-disjunction events involving 2 chromosomes can occur in different cell divisions either meiosis I or II 1, 3 . Even though the parental origin of extra chromosomes and the level of cell division involving non disjunction are unknown in our case there is a clear association with advanced maternal age.
